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i Paper IF Citations

171
tenerationIofIfourIi“ pIlinesIfromIfourIpatientsIwithIyeighIsyndromeIcarryingIhomoplasmicI
mutationsImXeff3T´ k´ tIorImXeff3T´ k´ pIinItheImitochondrialIgeneIzTWnT“cXXIStemfCellfResearchVI
2022VIc[VI[Z]da]

1.6

170 éhatIcanIgoIwrongIinItheInonWcodingIgenomeIandIhowItoIinterpretIwholeIgenomeIsequencingI
dataXIMedizinischefGenetikVI2021VI33VI[][W[3[ 0.5 1

169 zutationIdetectionIinItheInonWcodingIgenomeXIMedizinischefGenetikVI2021VI33VI[[fW[]Z 0.5

168 “ublicIdataIsourcesIforIregulatoryIgenomicIfeaturesXIMedizinischefGenetikVI2021VI33VI[cdW[dd 0.5 1

167 NovelIbiWallelicIvariantsIexpandItheI “ToNaWrelatedIgeneticIandIphenotypicIspectrumXIEuropeanf
JournalfoffHumanfGeneticsVI2021VI]fVI[[][W[[]e 5.3 1

166 qefectiveImetabolicIprogrammingIimpairsIearlyIneuronalImorphogenesisIinIneuralIculturesIandIanI
organoidImodelIofIyeighIsyndromeXINaturefCommunicationsVI2021VI[]VI[f]f 17.4 17

165 zutationTaster]Z][XINucleicfAcidsfResearchVI2021VIafVIéaacWéab[ 20.1 14

164  uccessfulIplasmapheresisIandIimmunoglobulinItreatmentIforIsevereIlipidIstorageImyopathygI
qoingItheIrightIthingIforItheIwrongIreasonXINeuropathologyfandfAppliedfNeurobiologyVI2021VI 5.2 0

163 vnflammationVIfibrosisIandIskeletalImuscleIregenerationIinIytzq–fIareIorchestratedIbyI
macrophagesXINeuropathologyfandfAppliedfNeurobiologyVI2021VIadVIebcWecc 5.2 2

162 nINewIzechanismIinITu–nI–esistancegITheIsirstIqiseaseWnssociatedIèariantIyeadingItoIanI
vncreasedIvnhibitoryIsunctionIofITu–n]XIInternationalfJournalfoffMolecularfSciencesVI2021VI]]VI 6.3 0

161 rxtracellularImatrixIremodellingIisIassociatedIwithImuscleIforceIincreaseIinIoverloadedImouseI
plantarisImuscleXINeuropathologyfandfAppliedfNeurobiologyVI2021VIadVI][eW]3b 5.2 6

160 nInovelImutationIinINroIcausingIfoetalInemalineImyopathyIwithIarthrogryposisIduringIearlyI
gestationXINeuromuscularfDisordersVI2021VI3[VI]3fW]ab 2.9 0

159 rxpandingItheIclinicalIandImolecularIspectrumIofInT“cè[nIrelatedImetabolicIcutisIlaxaXIJournalfoff
InheritedfMetabolicfDiseaseVI2021VIaaVIfd]Wfec 5.4 2

158 qiagnosisIofITaeniaIsoliumIinfectionsIbasedIonILmailIorderLI–NnWsequencingIofIsingleItapewormI
eggIisolatesIfromIstoolIsamplesXIPLoSfNeglectedfTropicalfDiseasesVI2021VI[bVIeZZZfded 4.8

157 pomplementIdepositionIatItheIneuromuscularIjunctionIinIseronegativeImyastheniaIgravisXIActaf
NeuropathologicaVI2020VI[3fVI[[[fW[[]] 14.3 8

156 yiveWimagingIofIrevertantIandItherapeuticallyIrestoredIdystrophinIinItheIqmdImouseImodelIforI
quchenneImuscularIdystrophyXINeuropathologyfandfAppliedfNeurobiologyVI2020VIacVIcZ]Wc[a 5.2 3

155 uomozygousImutationIinImurineIretrovirusIintegrationIsiteI[IgeneIassociatedIwithIaInonWsyndromicI
formIofIisolatedIfamilialIachalasiaXINeurogastroenterologyfandfMotilityVI2020VI3]VIe[3f]3 4 0
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154 nllanWuerndonWqudleyW yndromegIponsiderationsIaboutItheIorainI“henotypeIwithIvmplicationsIforI
TreatmentI trategiesXIExperimentalfandfClinicalfEndocrinologyfandfDiabetesVI2020VI[]eVIa[aWa]] 2.3 4

153
nIspontaneousImissenseImutationIinItheIchromodomainIhelicaseIqNnWbindingIproteinIeIRpuqeSI
genegIaInovelIassociationIwithIcongenitalImyasthenicIsyndromeXINeuropathologyfandfAppliedf
NeurobiologyVI2020VIacVIbeeWcZ[

5.2 2

152 oiWnllelicIU”p–s [IèariantsInreInssociatedIwithIzitochondrialIpomplexIvvvIqeficiencyVI
pardiomyopathyVIandInlopeciaITotalisXIAmericanfJournalfoffHumanfGeneticsVI2020VI[ZcVI[Z]W[[[ 11 19

151 nInovelIhomozygousInonsenseImutationIofIè“ [3oIassociatedIwithIpreviouslyIunreportedI
featuresIofIpohenIsyndromeXIAmericanfJournalfoffMedicalfGeneticstfPartfAVI2020VI[e]VIbdZWbdb 2.5 7

150 “resenceIofIantiWneuronalIantibodiesIinIchildrenIwithIneurologicalIdisordersIbeyondIencephalitisXI
EuropeanfJournalfoffPaediatricfNeurologyVI2020VI]eVI[bfW[cc 3.8 1

149
nInewIhomozygousIur–p[IgainWofWfunctionIvariantIinIzqs“z–IsyndromeIleadsItoImTO–p[I
hyperactivationIandIreducedIautophagyIduringIcellIcatabolismXIMolecularfGeneticsfandfMetabolismVI
2020VI[3[VI[]cW[3a

3.7 2

148 qefiningItheInT“omeIrevealsIcrossWoptimizationIofImetabolicIpathwaysXINaturefCommunicationsVI
2020VI[[VIa3[f 17.4 3

147 uybridIgenomeIassemblyIandIannotationIofIqanionellaItranslucidaXIScientificfDataVI2019VIcVI[bc 8.2 16

146 oiallelicImutationsIinIneurofascinIcauseIneurodevelopmentalIimpairmentIandIperipheralI
demyelinationXIBrainVI2019VI[a]VI]faeW]fca 11.2 13

145 zutationqistillergIuserWdrivenIidentificationIofIpathogenicIqNnIvariantsXINucleicfAcidsfResearchVI
2019VIadVIé[[aWé[]Z 20.1 22

144 zuscleIéeaknessVIpardiomyopathyVIandIyW]WuydroxyglutaricInciduriaInssociatedIwithIaINovelI
–ecessiveI yp]bnaIzutationXIJIMDfReportsVI2019VIa3VI]dW3b 1.9 5

143 sulminantIcerebralIvenousIthrombosisIassociatedIwithItheImX3]a3nktIzryn ImutationgInInewI
guiseIforIanIoldIdiseaseXIBrainfandfDevelopmentVI2019VIa[VIfZ[WfZa 2.2 1

142 –egulation pottergIannotationIandIinterpretationIofIextratranscripticIqNnIvariantsXINucleicfAcidsf
ResearchVI2019VIadVIé[ZcWé[[3 20.1 9

141 uumanImuscleWderivedIpyrp[anWpositiveIcellsIregenerateImuscleIindependentIofI“nüdXINaturef
CommunicationsVI2019VI[ZVIbddc 17.4 21

140 “henoterogInnnotateIasIyouIwriteXIClinicalfGeneticsVI2019VIfbVI]edW]f] 4 3

139 zotorIfunctionIinIsurvivorsIofIpediatricIacuteIlymphoblasticIleukemiaItreatedIwithI
chemotherapyWonlyXIEuropeanfJournalfoffPaediatricfNeurologyVI2019VI]3VI3ZaW3[c 3.8 5

138 qeInovoImutationIinIcausesIichthyosisVIVIhypomyelinationVIspasticIparaplegiaVIhighIfrequencyI
deafnessIandIopticIatrophyXIJournalfoffMedicalfGeneticsVI2019VIbcVI[caW[db 5.8 35

137 paveolinI[I“romotesI–enalIéaterIandI altI–eabsorptionXIScientificfReportsVI2018VIeVIbab 4.9 6

(2018-2020)
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136 zorvanIsyndromeIassociatedIwithIpn “–]IandIytv[IantibodiesIinIaIchildXINeurologyVI2018VIfZVI[e3W[eb 6.5 14

135 plinicalVIbiochemicalIandIgeneticIspectrumIofIdZIpatientsIwithInpnqfIdeficiencygIisIriboflavinI
supplementationIeffectivelXIOrphanetfJournalfoffRarefDiseasesVI2018VI[3VI[]Z 4.2 41

134 èariantsIinIrüO pfIqisruptItheI–NnIrxosomeIandI–esultIinIperebellarIntrophyIwithI pinalIzotorI
NeuronopathyXIAmericanfJournalfoffHumanfGeneticsVI2018VI[Z]VIebeWed3 11 37

133 TwoIpatientsIwithIzv–ntrIsyndromeIlackingIhaematologicalIfeaturesgIroleIofIsomaticIsecondWsiteI
reversionI nzqfImutationsXIJournalfoffMedicalfGeneticsVI2018VIbbVIe[Web 5.8 38

132 nicardiWtoutiˆ¤resIsyndromeIwithImuscleIinvolvementIinIearlyIinfancyXINeuropathologyfandfAppliedf
NeurobiologyVI2018VIaaVId3dWda] 5.2 1

131 nutophagicIvacuolarImyopathyIisIaIcommonIfeatureIofIpyN3IdiseaseXIAnnalsfoffClinicalfandf
TranslationalfNeurologyVI2018VIbVI[3ebW[3f3 5.3 6

130 TransparentIqanionellaItranslucidaIasIaIgeneticallyItractableIvertebrateIbrainImodelXINaturef
MethodsVI2018VI[bVIfddWfe3 21.6 37

129 pytoplasmicIbodyImyopathyIrevisitedXINeuromuscularfDisordersVI2018VI]eVIfcfWfd[ 2.9 1

128 uumanIi“ pWqerivedINeuralI“rogenitorsInreIanIrffectiveIqrugIqiscoveryIzodelIforINeurologicalI
mtqNnIqisordersXICellfStemfCellVI2017VI]ZVIcbfWcdaXef 18 84

127 nInovelImutationIinItwoITurkishIfamiliesIassociatedIwithIcerebralIatrophyVIglobalIretardationVI
scoliosisVIachalasiaIandIalacrimaXIJournalfoffMedicalfGeneticsVI2017VIbaVI[dcW[eb 5.8 34

126 zyopathologyIinItheItimesIofImodernIgeneticsXINeuropathologyfandfAppliedfNeurobiologyVI2017VIa3VIaaWc[5.2 10

125 po”IdeficiencyIcausesIdisruptionIofImitochondrialIsulfideIoxidationVIaInewIpathomechanismI
associatedIwithIthisIsyndromeXIEMBOfMolecularfMedicineVI2017VIfVIdeWfb 12 47

124
qeINovoIzutationsIinI yp]bn]aIpauseIaIpraniosynostosisI yndromeIwithIuypertrichosisVI
“rogeroidInppearanceVIandIzitochondrialIqysfunctionXIAmericanfJournalfoffHumanfGeneticsVI2017VI
[Z[VIe33Wea3

11 37

123
nIhomozygousI“vtOImutationIassociatedIwithIsevereIinfantileIepilepticIencephalopathyIandI
corpusIcallosumIhypoplasiaVIbutInormalIalkalineIphosphataseIlevelsXIMetabolicfBrainfDiseaseVI2017VI
3]VI][3[W][3d

3.9 6

122
vnternationalIéorkshopggIOutcomeImeasuresIandIclinicalItrialIreadinessIinIprimaryImitochondrialI
myopathiesIinIchildrenIandIadultsXIponsensusIrecommendationsXI[cW[eINovemberI]Z[cVI–omeVI
vtalyXINeuromuscularfDisordersVI2017VI]dVI[[]cW[[3d

2.9 42

121 oz“IsignalingIregulatesIsatelliteIcellWdependentIpostnatalImuscleIgrowthXIDevelopmentf
oCambridgepVI2017VI[aaVI]d3dW]dad 6.6 25

120 –ecessiveImutationIinIrüO p3IassociatesIwithImitochondrialIdysfunctionIandIpontocerebellarI
hypoplasiaXIMitochondrionVI2017VI3dVIacWba 4.9 17

119 nIrecessiveImutationIinIbetaWvèWspectrinIR “ToNaSIassociatesIwithIcongenitalImyopathyVI
neuropathyVIandIcentralIdeafnessXIHumanfGeneticsVI2017VI[3cVIfZ3Wf[Z 6.3 32
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118 xlˆ…verWoucyIsyndromeIassociatedIwithIaIrecessiveIvariantIinIut NnTIinItwoIsiblingsIwithI
zucopolysaccharidosisItypeIvvvpIR anfilippoIpSXIEuropeanfJournalfoffHumanfGeneticsVI2017VI]bVI]b3W]bc 5.3 3

117 poenzymeI”IdeficiencyIcausesIimpairmentIofItheIsulfideIoxidationIpathwayXIEMBOfMolecularf
MedicineVI2017VIfVIfcW[[[ 12 44

116 zotorIsunctionIinI“ediatricInyyI urvivorsIafterIphemotherapyWOnlyXINeuropediatricsVI2017VIaeVI [W ab 1.6

115 pharacterizationIofIaIqmdIRrts“SIreporterImouseIasIaItoolItoIinvestigateIdystrophinIexpressionXI
SkeletalfMuscleVI2016VIcVI]b 5.1 14

114 nImovementIdisorderIwithIdystoniaIandIataxiaIcausedIbyIaImutationIinItheIuvopuIgeneXIMovementf
DisordersVI2016VI3[VI[d33W[d3f 7 21

113 zO–p]ImutationIcausesIsevereIspinalImuscularIatrophyWphenotypeVIcerebellarIatrophyVIandI
diaphragmaticIparalysisXIBrainVI2016VI[3fVIedZ 11.2 20

112
zutationsIinI ubunitsIofItheInctivatingI ignalIpointegratorI[IpomplexInreInssociatedIwithI
“renatalI pinalIzuscularIntrophyIandIpongenitalIooneIsracturesXIAmericanfJournalfoffHumanf
GeneticsVI2016VIfeVIad3Waef

11 42

111 NemalineIbodyImyopathyIcausedIbyIaInovelImutationIinItroponinIT[IRTNNT[SXIMusclefandfNerveVI
2016VIb3VIbcaWf 3.4 28

110 o–nT[ImutationsIareIassociatedIwithIinfantileIepilepticIencephalopathyVImitochondrialI
dysfunctionVIandIsurvivalIintoIchildhoodXIAmericanfJournalfoffMedicalfGeneticstfPartfAVI2016VI[dZVI]]daWe[2.5 18

109 nlteredI–NnImetabolismIdueItoIaIhomozygousI–ozdImutationIinIaIpatientIwithIspinalImotorI
neuropathyXIHumanfMolecularfGeneticsVI2016VI]bVI]febW]ffc 5.6 27

108 nIsystematicVIlargeWscaleIcomparisonIofItranscriptionIfactorIbindingIsiteImodelsXIBMCfGenomicsVI
2016VI[dVI3ee 4.5 10

107 xyphoscoliosisIpeptidaseIRxαSImutationIcausesIaInovelIcongenitalImyopathyIwithIcoreItargetoidI
defectsXIActafNeuropathologicaVI2016VI[3]VIadbWe 14.3 11

106 yeukodystrophyIwithImultipleIbeadedIperiventricularIcystsgIunusualIcranialIz–vIresultsIinIpanavanI
diseaseXIJournalfoffInheritedfMetabolicfDiseaseVI2015VI3eVIfe3Wa 5.4 5

105
T–zTbIzutationsIpauseIaIqefectIinI“ostWtranscriptionalIzodificationIofIzitochondrialIt–NnI
nssociatedIwithIzultipleI–espiratoryWphainIqeficienciesXIAmericanfJournalfoffHumanfGeneticsVI2015VI
fdVI3[fW]e

11 62

104 –ecessiveIqrns[ImutationIassociatesIwithIautismVIintellectualIdisabilityVIbasalIgangliaIdysfunctionI
andIepilepsyXIJournalfoffMedicalfGeneticsVI2015VIb]VIcZdW[[ 5.8 18

103 pavinI[IfunctionIdoesInotIfollowIcaveolarImorphologyXIAmericanfJournalfoffPhysiologyfufCellf
PhysiologyVI2015VI3ZeVIp[Z]3W3Z 5.4 2

102
plinicalIapplicationIofIwholeIexomeIsequencingIrevealsIaInovelIcompoundIheterozygousI
Tx]WmutationIinItwoIbrothersIwithIrapidlyIprogressiveIcombinedImuscleWbrainIatrophyVIaxonalI
neuropathyVIandIstatusIepilepticusXIMitochondrionVI2015VI]ZVI[Wc

4.9 15

101 qeficiencyIofIrpu [IcausesImitochondrialIencephalopathyIwithIcardiacIinvolvementXIAnnalsfoff
ClinicalfandfTranslationalfNeurologyVI2015VI]VIaf]WbZf 5.3 69

(2015-2017)
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100 –ecessiveItruncatingIvtuzo“]ImutationsIpresentingIasIaxonalIsensorimotorIneuropathyXI
NeurologyVI2015VIeaVIb]3W3[ 6.5 15

99 –ecessiveI–rr“[ImutationIisIassociatedIwithIcongenitalIaxonalIneuropathyIandIdiaphragmaticI
palsyXINeurology:fGeneticsVI2015VI[VIe3] 3.8 16

98 zitochondrialeIrrkrankungenI2015VIn[3X[Wn[3Xb

97 qynamicsIofImyosinIdegradationIinIintensiveIcareIunitWacquiredIweaknessIduringIsevereIcriticalI
illnessXIIntensivefCarefMedicineVI2014VIaZVIb]eW3e 14.5 85

96 nInovelIframeshiftImutationIofIp[fO–s[]IcausesINovnaIwithIcerebellarIatrophyIandImanifestsI
withIsevereIperipheralImotorIaxonalIneuropathyXIClinicalfGeneticsVI2014VIebVI]fZW] 4 9

95 “henotypicIspectrumIofIelevenIpatientsIandIfiveInovelIzTszTImutationsIidentifiedIbyIexomeI
sequencingIandIcandidateIgeneIscreeningXIMolecularfGeneticsfandfMetabolismVI2014VI[[[VI3a]W3b] 3.7 58

94 vnfantIbotulismgIisIthereIanIassociationIwithIthiamineIdeficiencylXIPediatricsVI2014VI[3aVIe[a3cWaZ 7.4 8

93
zyostatinIisIaIkeyImediatorIbetweenIenergyImetabolismIandIenduranceIcapacityIofIskeletalI
muscleXIAmericanfJournalfoffPhysiologyfufRegulatoryfIntegrativefandfComparativefPhysiologyVI2014VI
3ZdVI–aaaWba

3.2 50

92 olockadeIofInct–vvoIsignalingItriggersImuscleIfatigabilityIandImetabolicImyopathyXIMolecularf
TherapyVI2014VI]]VI[a]3W[a33 11.7 54

91
“OzxImutationIinIaIfamilyIwithIcongenitalImuscularIdystrophyIwithImerosinIdeficiencyVI
hypomyelinationVImildIhearingIdeficitIandIintellectualIdisabilityXIJournalfoffMedicalfGeneticsVI2014VI
b[VI]dbWe]

5.8 40

90 pomprehensiveIgenotypingIandIclinicalIcharacterisationIrevealI]dInovelINxü]W[ImutationsIandI
expandItheIphenotypicIspectrumXIJournalfoffMedicalfGeneticsVI2014VIb[VI3dbWed 5.8 60

89 “otassiumIchannelIxv–aX[WspecificIantibodiesIinIchildrenIwithIacquiredIdemyelinatingIpN IdiseaseXI
NeurologyVI2014VIe]VIadZW3 6.5 41

88 rüO peImutationsIalterIm–NnImetabolismIandIcauseIhypomyelinationIwithIspinalImuscularI
atrophyIandIcerebellarIhypoplasiaXINaturefCommunicationsVI2014VIbVIa]ed 17.4 80

87 xvs[pImutationsIinItwoIfamiliesIwithIhereditaryIspasticIparaparesisIandIcerebellarIdysfunctionXI
JournalfoffMedicalfGeneticsVI2014VIb[VI[3dWa] 5.8 46

86 vdentifyingIdynamicImembraneIstructuresIwithIatomicWforceImicroscopyIandIconfocalIimagingXI
MicroscopyfandfMicroanalysisVI2014VI]ZVIb[aW]Z 0.5 7

85 zutationTaster]gImutationIpredictionIforItheIdeepWsequencingIageXINaturefMethodsVI2014VI[[VI3c[W] 21.6 2455

84 pn–bonIqvoxideIforItheItreatmentIofIsebrileIseizuresgIrationaleVIfeasibilityVIandIdesignIofItheI
pn–qvsWstudyXIJournalfoffTranslationalfMedicineVI2013VI[[VI[bd 8.5 11

83 ”uantitativeIandIqualitativeI]qIelectrophoreticIanalysisIofIdifferentiallyIexpressedImitochondrialI
proteinsIfromIfiveImouseIorgansXIProteomicsVI2013VI[3VI[dfWfb 4.8 7
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82
Zpau]ImutationsIareIassociatedIwithIarthrogryposisImultiplexIcongenitaIandIintellectualIdisabilityI
throughIimpairmentIofIcentralIandIperipheralIsynapticIplasticityXIAmericanfJournalfoffHumanf
GeneticsVI2013VIf]VIce[Wfb

11 54

81 èariantsIinIp“n[IareIstronglyIassociatedIwithIearlyIonsetIchronicIpancreatitisXINaturefGeneticsVI
2013VIabVI[][cW]Z 36.3 192

80 pNèinspectorgIaIwebWbasedItoolIforItheIinteractiveIevaluationIofIcopyInumberIvariationsIinIsingleI
patientsIandIinIcohortsXIJournalfoffMedicalfGeneticsVI2013VIbZVIb]fW33 5.8 3

79 zolecularIdiagnosisIinImitochondrialIcomplexIvIdeficiencyIusingIexomeIsequencingXIJournalfoff
MedicalfGeneticsVI2012VIafVI]ddWe3 5.8 145

78 pombinedIeffectIofInnèWUdWinducedIdystrophinIexonIskippingIandIsolubleIactivinITypeIvvoIreceptorI
inImdxImiceXIHumanfGenefTherapyVI2012VI]3VI[]cfWdf 4.8 25

77 qasIqeutscheINetzwerkIfˆ…rImitochondrialeIrrkrankungenIRmitoNrTSXIMedizinischefGenetikVI2012VI
]aVI[f3W[ff 0.5 2

76 TheInaturalIcourseIofIinfantileIspinalImuscularIatrophyIwithIrespiratoryIdistressItypeI[IR zn–q[SXI
PediatricsVI2012VI[]fVIe[aeWbc 7.4 43

75 uomozygosityzapper]Z[]WWbridgingItheIgapIbetweenIhomozygosityImappingIandIdeepI
sequencingXINucleicfAcidsfResearchVI2012VIaZVIéb[cW]Z 20.1 52

74 –egionWspecificIexpressionIofImitochondrialIcomplexIvIgenesIduringImurineIbrainIdevelopmentXI
PLoSfONEVI2011VIcVIe[eefd 3.7 20

73 –ecurrentIstrokeIdueItoIaInovelIvoltageIsensorImutationIinIpav]X[IrespondsItoIverapamilXIStrokeVI
2011VIa]VIe[aWd 6.7 36

72 NOn[IisIanIessentialItT“aseIrequiredIforImitochondrialIproteinIsynthesisXIMolecularfBiologyfoffthef
CellVI2011VI]]VI[W[[ 3.5 44

71 zutationsIinIzrts[ZVIaIregulatorIofIsatelliteIcellImyogenesisVIcauseIearlyIonsetImyopathyVI
areflexiaVIrespiratoryIdistressIandIdysphagiaIRrzn–qqSXINaturefGeneticsVI2011VIa3VI[[efWf] 36.3 71

70  ystematicIcomparisonIofIthreeImethodsIforIfragmentationIofIlongWrangeI“p–IproductsIforInextI
generationIsequencingXIPLoSfONEVI2011VIcVIe]e]aZ 3.7 87

69 –eplygIvmpairedImitochondrialIfunctionIabolishesIgammaIoscillationsIinItheIhippocampusIthroughI
anIeffectIonIfastWspikingIinterneuronsXIBrainVI2011VI[3aVIe[e[We[e[ 11.2

68 tammaIoscillationsIinItheIhippocampusIrequireIhighIcomplexIvIgeneIexpressionIandIstrongI
functionalIperformanceIofImitochondriaXIBrainVI2011VI[3aVI3abWbe 11.2 121

67 zutationTasterIevaluatesIdiseaseWcausingIpotentialIofIsequenceIalterationsXINaturefMethodsVI2010VI
dVIbdbWc 21.6 2091

66 TreatmentIofIpo”R[ZSIdeficientIfibroblastsIwithIubiquinoneVIpo”IanalogsVIandIvitaminIpgItimeWIandI
compoundWdependentIeffectsXIPLoSfONEVI2010VIbVIe[[efd 3.7 82

65 –egionalizedIpathologyIcorrelatesIwithIaugmentationIofImtqNnIcopyInumbersIinIaIpatientIwithI
myoclonicIepilepsyIwithIraggedWredIfibersIRzr––sWsyndromeSXIPLoSfONEVI2010VIbVIe[3b[3 3.7 19

(2010-2013)
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64 –eactiveIoxygenIspeciesVIoxidativeIstressVIandIcellIdeathIcorrelateIwithIlevelIofIpo”[ZIdeficiencyXI
FASEBfJournalVI2010VI]aVI3d33Wa3 0.9 117

63 satalIcardiacIarrhythmiaIandIlongW”TIsyndromeIinIaInewIformIofIcongenitalIgeneralizedI
lipodystrophyIwithImuscleIripplingIRptyaSIdueItoI“T–sWpnèvNImutationsXIPLoSfGeneticsVI2010VIcVIe[ZZZeda6 178

62 uomozygosityzapperWWanIinteractiveIapproachItoIhomozygosityImappingXINucleicfAcidsfResearchVI
2009VI3dVIébf3Wf 20.1 289

61 vtuzo“]IisIaIribosomeWassociatedIhelicaseIinactiveIinItheIneuromuscularIdisorderIdistalI znItypeI
[IRq zn[SXIHumanfMolecularfGeneticsVI2009VI[eVI[]eeW3ZZ 5.6 69

60
plinicalIvariabilityIinIdistalIspinalImuscularIatrophyItypeI[IRq zn[SgIdeterminationIofIsteadyWstateI
vtuzo“]IproteinIlevelsIinIfiveIpatientsIwithIinfantileIandIjuvenileIdiseaseXIJournalfoffMolecularf
MedicineVI2009VIedVI3[Wa[

5.5 31

59 zutationsIinI“αp–[IcauseIcutisIlaxaIwithIprogeroidIfeaturesXINaturefGeneticsVI2009VIa[VI[Z[cW][ 36.3 178

58 “rotractedIcourseIofIjuvenileIceroidIlipofuscinosisIassociatedIwithIaInovelIpyN3ImutationI
RpXα[ffüSXIClinicalfGeneticsVI2009VIdcVI3eWab 4 21

57  ynapticI“–tW[ImodulatesIexcitatoryItransmissionIviaIlipidIphosphateWmediatedIsignalingXICellVI
2009VI[3eVI[]]]W3b 56.2 100

56 pomparativeIanalysisIofIuncouplingIproteinIaIdistributionIinIvariousItissuesIunderIphysiologicalI
conditionsIandIduringIdevelopmentXIBiochimicafEtfBiophysicafActafufBiomembranesVI2009VI[deeVI]3ZfW[f 3.8 50
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